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In 1974 Fountain1 was the first to report on the association of mental retardation, deafness, and skeletal abnormalities in four sibs (three boys and one girl). Two of them developed progressive swelling of the lips and in one of them an eroded, granulomatous mass appeared in the lower lip.
In 1987 
Pathogenesis and incidence
Extensive biochemical and metabolic examinations, including calcium, phosphorus, creatine kinase, amino acid chromatography of serum and urine, and urinary excretion of mucopolysaccharides, were normal. Mannosidosis and aspartylglucosaminuria were excluded in all patients.
Other examinations, such as electrocardiography, electromyography, electroencephalography, ophthalmological examination, and peripheral nerve and rectal biopsies, showed no specific abnormalities.2 As in the Melkersson-Rosenthal syndrome,4 the pathogenesis of the facial oedema with thickening of the cheeks, lips, and gums remains unknown. Gingival biopsy performed in one patient1 showed a granulomatous infiltrate marked by large, foamy cells that did not contain fat. 
